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CHAPTER 4
BIRTH DEFECTS INSTITUTE

[Prior to 7/29/87, Health Department[470]]

641—4.1(136A) Program explanation.The birth defects institute within the department of public
health consists of the lowa neonatal metabolic screening program, the expanded maternal serur
alpha-fetoprotein screening program, the regional genetic consuttatioce, th@euromuscular and
related genetic disease program and the lowa birth defects registry. The birth defects advisory commit
tee represents the interests of the people of lowa and assists in the development of programs that enst
the availability of and access to quality genetic health care services by all residents. The committee
advises the director of the department of public health regarding issues related to genetics and hered
tary and congenital disorders and makes recommendations about the design and implementation of tt
institute’s programs. Committee membership is made up of representatives of professional groups
agencies, legislators, consumers and individuals with an interest in promoting genetic services for the
residents of lowa.

641—4.2(136A) Definitions.For the purposes of this chapter, the following definitions shall apply:
“Central laboratory” means the University Hygienic Laboratory.
“Central registry” means the lowa birth defects registry.
“Committee” means the birth defects advisory committee.
“Department” means the lowa department of public health.
“Director” means the director of the lowa department of public health.
“Institute” means the birth defects institute within the lowa department of public health.

641—4.3(136A) lowa neonatal metabolic screening prograrthis program provides comprehen-
sive newborn screening services for hereditary and congenital disorders for the state.

4.3(1) Newborn screening policyAll newborns shall be screened for hypothyroidism, phenylke-
tonuria (PKU), galactosemia, hemoglobinopathies, congenital adrenal hyperplasia (CAH), and medium
chain acyl Co-A dehydrogenase (MCAD) deficiency.

As new disorders are recognized and new technologies and tests become available, the institut
shall follow protocols developed by the department in regard to the addition of disorders to or deletion
of disorders from the screening panel. The state board of health shall provide final approval for the
addition of new disorders to the screening panel.

4.3(2) Health care provider responsibilityThe licensed attending health care provider shall en-
sure that infants under the provider’s care are screened. A parent or guardian shall be informed of th
type of specimen, how it is obtained, the nature of the disorders being screened, and the consequenc
of treatment and nontreatment. Should a parent or guardian refuse the screening, said refusal shall |
documented in writing on the lowa neonatal metabolic screening program waiver. The parent or
guardian and licensed attending health care provider shall sign the waiver. The parent or guardian an
the lowa neonatal metabolic screening program shall be provided with a copy of the waiver. The origi-
nal copy of the waiver shall become a part of the infant’s medical record.

4.3(3) County registrar responsibility\When a parent or guardian visits a county registrar’s of-
fice to register a birth that was not attended by a licensed health care provider, the county registrar sha
inform the parent or guardian of the need for a blood test to screen for hereditary and congenital disor
ders.
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4.3(4) Neonatal metabolic screening procedure.

a. Collection of specimeng filter paper blood specimeshall be collected from the infant at
least 24 hours after the infant’s birth, but not later than five days after the infant’s birth.

EXCEPTIONS:

(1) A blood specimen must be collected before any transfusion, even if the infant is less than 24
hours old.

(2) Allinfants shall be screened prior to discharge even if the infant is less than 24 hours old.

(3) Aninfanttransferred to another medical facility must be screened by the receiving facility un-
less the infant has already been screened. The transferring facility is responsible for notifying the re-
ceiving facility of the status of metabolic screening.

(4) An exception to this time sequence shall be accepted for infants of parents or guardians in-
formed by a county registrar of the need for metabolic screening.

b. Submission of specimensll specimens shall be forwarded by first-class mail or other ap-
propriate means within 24 hours after collection to the University Hygienic Laboratory, the institute’s
designated central laboratory.

c. Processing of specimen¥he central laboratory shall process specimens within 24 hours of
receipt. The central laboratory shall notify the submitting health care provider, birthing facility or
drawing laboratory of an unacceptable specimen and the need for another specimen.

d. Reporting of presumptive positive test resuftqaresumptive positive test result shall be re-
ported within 24 hours to the consulting physician, or the physician’s designee, who shall then notify
the attending health care provider. This initial report shall be followed by a written report to the attend-
ing health care provider and the birthing facility.

4.3(5) Consulting physician responsibilitConsulting physicians shall be designated by the in-
stitute in collaboration with the central laboratory to provide interpretation of test results and consulta-
tion to licensed health care providers. Under the direction of consulting physicians, follow-up pro-
grams shall be available for all individuals identified by newborn metabolic screening. The activities
shall include consultation, treatment when indicated, case management, education and quality assur-
ance. The follow-up programs shall submit an annual report to the institute summarizing these activi-
ties.

4.3(6) Central laboratory responsibilityThe central laboratory shall:

a. Process specimens within 24 hours of receipt.

b. Notify the submitting heath care provider, birthing facility or drawing laboratory of an unac-
ceptable specimen and the need for another specimen.

c. Report a presumptive positive test result within 24 hours to the consulting physician or the
physician’s designee.

d. Distribute specimen collection forms, screening waivers, and other materials to birthing facili-
ties.

e. Provide educational materials concerning specimen collection procedures.

f.  Have available for review and provide to the department a written quality assurance policy
covering all aspects of its newborn screening activity.

g. Submit semiannual and annual reports to the institute. These reports shall include (1) number
of infants screened by birthing facility, (2) number of repeat screens by birthing facility, (3) number of
presumptive positive results by disorder, (4) number of confirmed positive results by disorder, (5)
number of rejected specimens by facility, (6) number of waivers received by facility, (7) results of qual-
ity assurance testing, and (8) screening activity, fiscal accounting and educational activity details.

h. Actasfiscal agent for program charges encompassing the analytical, technical, administrative,
educational, and follow-up costs for the screening program.
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4.3(7) Retention, use and disposition of neonatal metabolic screening specimens.

a. A neonatal metabolic screening specimen collection form consists of dried blood spots on fil-
ter paper and attached infant and birthing center information.

b. Specimen collection forms shall be held for one month in a locked area at the central laborato-
ry. After one month, the forms shall be incinerated unless kept for program evaluation or research use

c. Research use. Only anonymized specimens shall be made available for research purposes

(1) Ananonymized specimen is defined as one which cannot be traced back to or linked with the
particular infant from whom the specimen was obtained. Specimens shall be anonymized by removing
the dried blood spot portion from the infant information portion of the specimen collection form.

(2) Investigators shall submit proposals to use anonymized specimens to the committee. Any in-
tent to utilize nonidentifiable information associated with the dried blood spot sample for the research
study must be clearly delineated in the proposal.

(3) Before research can commence, proposals shall be approved by the appropriate human sut
jects review committees, the birth defects advisory committee, and the department.

4.3(8) Neonatal metabolic screening fee determinatiSixty days prior to the end of the fiscal
year, the central laboratory and the consulting physicians shall submit a combined program proposa
and budget to the institute for the coming year. The department shall annually review and determine
the fee to be charged for all activities associated with this program. The review and fee determinatior
shall be completed at least one month prior to the beginning of the fiscal year.

641—4.4(136A) Expanded maternal serum alpha-fetoprotein screening progranthis program
provides comprehensive expanded maternal alpha-fetoprotein screening services for the state.

4.4(1) Maternal screening policylt shall be the policy of the state of lowa that all pregnant
women are offered expanded maternal serum alpha-fetoprotein screening. If a patient desires thi
screening test, the specimen shall be drawn and submitted by her health care provider to the Universit
Hygienic Laboratory, the institute’s designated central laboratory.

4.4(2) Expanded maternal serum alpha-fetoproteineening procedure.

a. Collection of specimeng serum or clotted blood specimen shall be collected from the patient
during 15 to 20 weeks of gestation.

b. Processing of specimen3he central laboratory shall test specimens within three working
days of receipt.

c. Reporting of abnormal resultéAbnormal test results shall be reported within 24 hours to the
consulting physician or the physician’s designee who shall then notify the submitting health care pro-
vider. On the next working day, this initial report shall be followed by a written report to the submitting
health care provider.

4.4(3) Consulting physician responsibilitA consulting physician shall be designated by the in-
stitute in collaboration with the central laboratory to provide interpretation of test results and consulta-
tion to the submitting health care provider. This physician shall provide consultation for abnormal test
results, assist with questions about management of identified cases, provide education and assist wil
quality assurance measures. The screening program with assistance from the consulting physicia
shall submit semiannual and annual reports to the institute detailing program activities.

4.4(4) Central laboratory responsibilityThe central laboratory shall:

a. Test specimens within three working days of receipt.

b. Distribute specimen collection kits and other materials to health care provider offices and
drawing facilities as required.

c. Inform the submitting health care provider or drawing facility of an unacceptable specimen
and request another specimen.

d. Provide educational materials concerning specimen collection procedures.

e. Have available for review a written quality assurance program covering all aspects of its
screening activity.
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f.  Submit a monthly report detailing screening activity to the consulting physician. This report
shall include (1) number of initial tests, (2) number of repeat tests, and (3) results of quality assurance
testing.

g. Actas a fiscal agent for program charges encompassing the analytical, technical, administra-
tive, educational and follow-up costs for the screening program.

4.4(5) Expanded maternal serum alpha-fetoproteareening fee determinationSixty days
prior to the end of the fiscal year, the central laboratory and the consulting physician shall submit a
combined program proposal and budget to the institute for the coming year. The department shall
annually review and determine the fee to be charged for activities associated with this program. The
review and fee determination shall be completed at least one month prior to the beginning of the fiscal
year.

641—4.5(136A) Regional genetic consultation service (RGCSJhis program provides compre-
hensive genetic services statewide through outreach clinics.

4.5(1) Provision of comprehensive genetic serviddse department shall contract with the Divi-
sion of Medical Genetics within the Department of Pediatrics at the University of lowa to provide ge-
netic health care and education outreach services for individuals and families within lowa. The con-
tractor shall provide semiannual and annual reports to the department as specified in the contract.

4.5(2) Clinic servicesThe services provided may include, but are not limited to: diagnostic eval-
uations, confirmatory testing, consultation by board-certified geneticists, genetic counseling, medical
and case management, and referral to appropriate agencies.

4.5(3) Patient fees.A sliding fee scale for clinical services shall be established for patients at-
tending the outreach clinics. The parameters for the sliding fee scale shall be based on federally estab-
lished percent of poverty guidelines and updated annually.

Families/clients seen in the regional genetic consultation service clinics shall have bills submitted
to third-party payers where applicable. Families/clients shall be billed on a sliding fee scale after third-
party payment is received. Payments received from receipts of service based on the sliding fee scale or
from the third-party payers shall be used only to support the RGCS.

641—4.6(136A) Neuromuscular and other related genetic disease program (NMPJhis pro-
gram provides comprehensive services statewide for individuals and families with neuromuscular dis-
orders through outreach clinics.

4.6(1) Provision of comprehensive servicdhe department shall contract with the Department
of Pediatrics at the University of lowa to provide neuromuscular health care, case management and
education outreach services for individuals and families within lowa. The contractor shall provide
semiannual and annual reports to the department as specified in the contract.

4.6(2) Clinical services The services provided may include, but are not limited to: diagnostic
evaluations, confirmatory testing, physical therapy, consultation by board-certified neurologists, ge-
netic counseling, medical and case management, supportive services and referral to appropriate agen-
cies.

4.6(3) Patient fees.A sliding fee scale for clinical services shall be established for patients at-
tending the outreach clinics. The parameters for the sliding fee scale shall be based on federally estab-
lished percent of poverty guidelines and updated annually.

Families/clients seen in neuromuscular outreach clinics shall have bills submitted to third-party
payers where applicable. Families/clients shall be billed on a sliding fee scale after third-party pay-
ment is received. Payments received from receipts of service based on the sliding fee scale or from the
third-party payers shall be used only to support the neuromuscular outreach clinics.
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641—4.7(136A) lowa birth defects registry.The lowa birth defects registry provides active birth
defect surveillance statewide.

4.7(1) Definition. Birth defects shall be defined as any structural or genetic abnormality that may
adversely affect a child’s health and development. The abnormality must be diagnosed or its signs an
symptoms must be recognized within the first year of life.

4.7(2) Birth defects surveillance policirth defects occurring in lowa are reportable conditions
and records of these birth defects shall be abstracted pursuant to 641—1.3(139A) and maintained in
central registry.

Birth defects surveillance shall be performed in order to determine the occurrence and trends of
birth defects, to conduct thorough and complete epidemiological surveys, to assist in the planning for
and provision of services to children with birth defects and their families, and to identify environmen-
tal and genetic risk factors for birth defects.

4.7(3) Central registry activities.

a. Theinstitute shall establish an agreement with the University of lowa to implement the activi-
ties of the central registry.

b. The central registry shall use the birth defects coding scheme defined by the Centers for Dis-
ease Control and Prevention (CDC) of the United States Public Health Service.

c. The central registry staff shall review hospital records, clinical charts, physician’s records, vi-
tal records and prenatal records pursuant to 641—1.3(139A) and any other information that the centra
registry deems necessary and appropriate for birth defects surveillance.

d. Areportable defect occurring in a fetal death or pregnancy termination may be included in the
central registry.

4.7(4) Department responsibility.

a. When alive infant's medical records are ascertained by the central registry, the department or
its designee shall inform the parent or legal guardian by letter that this information has been collectec
and provide the parent or guardian with information about services for which the child and family may
be eligible.

b. The institute and the central registry shall annually release aggregate medical and epidemio-
logical information to medical personnel and appropriate state and local agencies for the planning anc
monitoring of services for children with birth defects.

4.7(5) Confidentiality and disclosure of informatiorReports, records, and other information
collected by or provided to the lowa birth defects registry relating to a person known to have or sus-
pected of having a birth defect are confidential records pursuant to lowa Code section 22.7.

Personnel of the central registry and the department shall maintain the confidentiality of all infor-
mation and records used in the review and analysis of birth defects, including information which is
confidential under lowa Code chapter 22 or any other provisions of state law.

Central registry personnel are authorized pursuant to 641—1.3(139A) to gather all information
relevant to the review and analysis of birth defects. This information may include, but is not limited to,
hospital records, physician’s records, clinical charts, birth records, death records, fetal death records
prenatal records, vital records, and other reports relevant and necessary for birth defects surveillance

No individual or organization providing information to the lowa birth defects registry in accordance
with this rule shall be deemed or held liable for divulging confidential information.

4.7(6) Access to information in the central registihe central registry and the department shall
not release confidential information except to the following, under the following conditions:

a. The parent or guardian of an infant or child for whom the report is made and who can demon-
strate that the parent or guardian has received the notification letter.

b. Alocal birth-to-three coordinator or an agency under contract with the department to adminis-
ter the children with special health care needs program, upon receipt of written consent from the paren
or guardian of the infant or child.
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c. Alocal health care provider, upon receipt of written consent from the parent or guardian of the
infant or child.

d. Arepresentative of a federal or state agency, to the extent that the information is necessary to
perform a legally authorized function of that agency. The information provided may not include the
personal identifiers of an infant or child with a reportable birth defect.

e. Research purposes.

(1) Allproposals for research using the central registry data to be conducted by persons other than
program staff shall first be submitted to and accepted by the researcher’s institutional review board.
Proposals shall then be reviewed and approved by the department and the central registry’s executive
committee before research can commence.

(2) The central registry shall submit to the lowa birth defects registry’s executive committee for
approval a protocol describing any research conducted by the registry in which the registry deems it
necessary to contact case subjects and controls.

These rules are intended to implement lowa Code chapter 136A.
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